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DISCLAIMER 


The content and views presented are made available for educational 
purposes only. The information presented are the opinions of the presenter 
and do not necessarily represent the views of the Society of Diagnostic 
Medical Sonography (SDMS) or its affiliated organizations, officers, Boards 
of Directors, or staff members. 

The presenter is responsible for ensuring balance, independence, objectivity, 
scientific rigor, and to avoid commercial bias in their presentation. Before 
making the presentation, the presenter is required to disclose to the audience 
any relevant financial interests or relationships with manufacturers or 
providers of medical products, services, technologies, and programs. 

The SDMS and its affiliated organizations, officers, Board of Directors, and 
staff members disclaim any and all liability for all claims that may arise out of 
the use of this educational activity. 
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Objectives 


Identify the most common chromosomal 
anomalies 

List abnormalities associated with specific 
chromosomal anomalies 

Describe screening and diagnostic tests used 
in identifying risk factors and diagnosing 
aneuploidy 


Copyright © 2015. Society of Diagnostic Medical Sonography, Plano, TX 


2 


























SDMS Annual Conference, October 1 - 4, 2015, Dallas, TX 


9 / 4/15 




• Focus = bone 

• Associated with aneuploidy 

• 85% in left ventricle 

• 5% in right ventricle 

• 7% are biventricular 
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Mil d py el ect a s is 






Renal pelvis > 4mm 

Isolated seen in 7% @ 
16-26 weeks 

If isolated, does not 
warrant amnio 


Mild pyelectasis should 
be followed up in 
neonate 

> 10mm pelvis warrants 
3 rd trimester sonogram 



Echogen i c Bowel 



• Echoes = Bone 

• Associated with aneuploidy 

• Risk of CF, infection, IUGR, etc. 

• Offer karytyping, testing for CF, 
testing for infections 
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Increased Nuch a l Fold 

• Skin thickness at posterior 
neck 

• Normal < 5mm 

• Increased thickness associated 
with T-21 



I Mild V en tric ulo m ega l y £_ 

• Defined: > 10mm to < 15mm 

• Associated with 
—Aneuploidy 

—CNS pathology 
—Congenital infection 
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Ch oroid Ple x us Cysts 






• Seen in 1% of fetuses 

• Seen in 50% of T-18 fetuses 

• Correlate with age, serum 
screen 



Enlar g ed Cisterna Ma g na 


Isgifes 


Associated with aneuploidy 
-Trisomy 18 
> 10mm abnormal 
F/U sonograms 
— MRI 

w/other anomalies 
-Offer karyotyping 
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Phalanx of 5 th Digi 


Hypoplasia or absence 

-Clinodactyly 

60% of infants with Down 
syndrome 






11 -1 4 week Anatomy 



Growing body of evidence of value of 
11-14 week anatomy scan 

About 50% detection rate of 
abnormalities 

Does not preclude the 2 nd trimester 
survey 
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Trisomy 21 M arke r s 



Hypoplasia of middle phalanx of 
fifth digit 

Increased nuchal fold 
Heart defects 
Duodenal atresia 
Short humerus/femur 
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Trisomy 18 Marker 


Clenched hands 
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Turner Sy ndr o m e 



45,XO 

-Henry Turner 
1:2000-5,000 births 

majority miscarrying in 1st & 2nd 
trimesters 

Normal intellect, short stature, 
webbed neck, infertile 


^ . - 


T u rner S y ndro m e Marker 


, , 

■ “ 




Cystic hygroma 
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J GC' 


T riploidy 


■mm:. 


Complete extra set of chromosomes 
Many spontaneously abort 
Associated with partial mole 
Severe growth restriction 
Considered lethal 
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